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NEW!!!   Pre-validation for ClinVar Submissions

❑ You now get some immediate feedback about clinical significance, 

collection method, allele origin, and affected status when you upload 

your file to the Submission Portal

❑ Error messages are added back to your submission file to let you know 

what the errors are and how to fix them.

❑ Checks for the variant and interpreted condition are coming soon! Acknowledgements
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❑Most data in ClinVar is submitted as a batch by file

❑ Single records can be submitted interactively with 

the ClinVar Submission Wizard

❑ Variants that must be updated quickly for a change 

in clinical significance can be updated with the 

Single SCV Update 

What can you do to help us process your data faster?

❑ Provide data in all required fields

❑ Validate your HGVS expression with Mutalyzer or VariantValidator

❑ Do not modify the column headers in the submission template

❑ Do not modify the cell validation; use allowed values when there is a list

❑ Check the instructions for each column on the spreadsheet for correct format 

and separators for a list
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2 Why do curators review each submission?

• Data can pass validation but not make biological sense

• Curators can ask for optional, but highly valued data,

like the date the variant was last evaluated

• Curators help submitters correct errors and format data 

correctly

• ClinVar data is stored in XML, 

but many submitters don’t use 

that format.

• Thus the first step for most

submissions is to convert a 

different format - either a 

spreadsheet or a csv/tsv file -

to XML, with some validation.
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3 SCV accession numbers

❑ Each submitted record is assigned an SCV 

accession number.

❑ The SCV accession is used to retrieve data 

and to provide updates for the record.

Loading to the database

❑ Finds records submitted as novel that are truly updates

❑ Allows curators to review how variants and conditions are identified and aggregated

❑ Identifies errors in submitted data, such as duplicate records from the submitter or 

changes to the variant description in an update
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ClinVar adds annotation
• an identifier for the variant or set of variants (Variation ID)

• HGVS expressions on genomic DNA, cDNA, and protein 

• genomic location on GRCh37 and GRCh38

• a predicted molecular consequence 

• the gene(s) that colocalizes with each variant

• allele frequencies

• an aggregate interpretation, indicating consensus or conflict 

• review status

• links to other databases

ClinVar aggregates 

submitted data

❑ the VCV record: all data 

submitted for a variant

❑ the RCV record: all data  

submitted for a variant-

condition pair
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5

Submitted data are available

❑ On the ClinVar website

❑ Programmatically through E-utilities

❑ In XML, VCF, and tab-delimited files on the ftp site


